Multiple cardiac rhabdomyomata were discovered
reported with this syndrome. They are most frequently associated with tuberous sclerosis. The finding of multiple cardiac rhabdomyomata in this patient suggests the possibility that these two rare conditions may be associated. Putative gene loci for tuberous sclerosis have been assigned to the long arms of chromosomes 9 and 11 and it is possible that the cardiac rhabdomyomata seen in this patient are a serendipitous indicator of the location of the megacystis-microcolon-intestinal hypoperistalsis gene.
Megacystis-microcolon-intestinal hypoperistalsis syndrome (MMIHS) manifests at birth with marked, non-obstructive bladder enlargement and bilious vomiting secondary to intestinal pseudo-obstruction. 1 Although this condition is probably autosomal recessive, most of the 30 reported cases have been females. 2 rapidly with intermittent urinary catheterisation. Recurrent urinary tract infections mandated regular intermittent catheterisation and prophylactic cotrimoxazole. Because of complete small bowel obstruction, a nasogastric tube was placed and TPN administered. Barium enema showed a normally rotated microcolon and a small bowel series showed delayed intestinal transit with barium entering the colon after 10 days.
Trials of intravenous metoclopramide and intravenous Cisapride failed to improve gastrointestinal symptoms. Vesicostomy was performed at 9 weeks and shortly after she passed stool spontaneously. Full oral feeding was successfully introduced over a period of weeks. Despite persistent, marked prolongation of intestinal transit, soft stools passed every one to two days. Regular bowel habit was maintained with mineral oil per os. The patient thrived until 14 months of age, when she was admitted after a short history of diarrhoea and vomiting. Abdominal distension and peripheral oedema were noted and parenteral nutrition was started. Her serum albumin was 14 g/l. No protein was detectable in the urine.
Clostridium diffwile was cultured from her stool and she received 10 days of intravenous metronidazole. TPN was maintained over two weeks and her hypoalbuminaemia resolved. A Hexabrix® upper gastrointestinal series showed a normally rotated small AP .. ,-bowel with no passage of contrast into the colon after 24 hours. A two dimensional echocardiogram ruled out constrictive pericarditis, showing a structurally normal heart with no apparent myocardial or endocardial lesions. Following recovery she received daily lactobacillus tablets (Enpac®).
From the age of 14 months until death she was well apart from persistent abdominal distension and occasional vomiting. Normal growth and nutrition were maintained. The patient died suddenly at 40 months. Other than increasing abdominal distension there were no premonitory symptoms. Block specimens of heart, brain, and gastrointestinal tract were evaluated. The gastrointestinal tract, including colon and small intestine, showed no neural or myopathic abnormalities other than bowel wall thinning. Gross examiination of the heart showed small, pale, multifocal tumour masses in both ventricular walls, including the papillary muscles, measuring approximately 0-5 cm in largest diameter. The cause of sudden death in this patient was most probably because of a cardiac rhabdomyoma complication rather than MMIHS per se. Tachycardia, frequent extrasystoles, complete heart block, ventricular pre-excitation, and asystole have all occurred with cardiac rhabdomyomata.5 9 Since approximately 80% of cases of tuberous sclerosis are new mutations,6 it is not surprising that no stigmata were found in the parents and sib. Linkage has been shown to a DNA polymorphism detected by v-abl, and linkage analysis has suggested that the tuberous sclerosis gene is located on the long arm of chromosome 9 band q34. 10 However, more recent studies suggest mapping of a tuberous sclerosis gene to chromosome 11 as well." 12 A study of 15 families with multiple affected subjects over more than one generation showed linkage to the lql4-llq23 region. 12 Patients with MMIHS usually die in infancy and, even if stigmata of tuberous sclerosis were present, it seems likely that they may go undetected. MMIHS andmultiplecardiacrhabdomyomatamaybeassociated by chance, but the possibility remains that if tuberous sclerosis is present in this patient it could be a serendipitous, crude indicator of the MMIHS gene location. Patients with MMIHS should be scrutinised for tuberous sclerosis. Additionally, DNA extraction and restriction fragment length identification using similar techniques to those described for tuberous sclerosis should be considered in MMIHS.1012 hypoperistalsis syndrome.
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